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MAIRE - [REERE R

BES - [REREEERC T RE]
S
FBREEGREI L, R — D UJEBERE, = — 2 L u - T Y VREWGERE, KID (keratitis—
ichtyosis—deafness) JEMERE. N7~ « v U EGERE. TINENEREE. 238
AT 7 H—BRKIBIE, X SIS PEFAEREEBERE, ichthyosis, brittle hair, impaired
intelligence, decreased fertility and short stature (IBID). Trichothiodystrophy,
F oI AR RE. CHILD (congenital hemidysplasia, ichthyosiform erythroderma or nevus,
and limb defects) JEfERE, Conradi-Htnermann-Happle JEMBERE% & e,
KR A& TIX ALDH3AZ, ELOVL4, PHGDH, PSAT1, ABHD5, SLC27A4, ADAMTS17, KDSR, MBTPSZ,
EBP, NSDHL, SUMF1, VPS33B, SNAP29, VIPAS39, DSG1, DSP, SPINK5, GJB2, GJB6 DX L 737 '8 2
— NI Y & X DMRD AT T A AENL I | IR — 7 = o —THRfT L
T SNIZT VABEE 1%L T OR7/2 30 7 2 MZOWTHE T 5, Y — MR
R =7 o —DF =2 OMENBERG T, o Tk L 2F T ) —
— 7 Y —TOMNT 21T 5, 7ol REBRAE « fAEO =2 B —HERA-ORBIEE R 7/
DHEIEZAGICBE LTI, B CoMME A EH U — RO S — 4 o — TR
R, WMERG L LRV, ERE A ZiIconTid, N7y ba—F—THRHT
ELELDOIZEALTEIRET D208, NV T 2 ha—J —THRIEHTERP>THDIZEAL T
R LRV, E o BREEEBUTN AR, FREOMEECS AT IZBINT 5,

B4 position (hg38) HGVS. ¢

ALDH3AZ2 chr17:19657731 c. 681-14T>A (NM_000382. 3)
DSG1 chr18:31343420 c. 1688-30A>T (N\M_001942. 4)
DSP chr6:7541235 c. —681T>C (NM_004415. 4)
DSP chr6:7541543 c. —373G>A (NM_004415. 4)
DSP chr6:7541614 c. =302C>G (N\M_004415. 4)
DSP chr6:7585887 c. *¥9T>A (NM_004415. 4)
GJB2 chr13:20189582 c. —~1G>A (NM_004004. 6)
GJB2 chr13:20189605 c. —22-2A>C (NM_004004. 6)
GJB2 chr13:20192751 c. —23+32G>A (NM_004004. 6)
GJB2 chr13:20192781 c. —23+2T>A (NM_004004. 6)
GJB2 chr13:20192782 c. —23+1G>A (NM_004004. 6)
GJB2 chr13:20192783 c. —23G>T (N\M_004004. 6)
GJB2 chr13:20193019 c. —259C>T (N\M_004004. 6)
GJB2 chr13:20193022 c. —262C>G (N\M_004004. 6)
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MBTPSZ chrX:21857499 c. 670+3996A>T (N\M_015884. 4)
NSDHL chrX:152869245 c. *¥129C>T (N\M_015922. 3)
SLC27A4 chr9:128353006 c. 988-19A>G (N\M_005094. 4)
SPINKS chrb:148086393 c. 283-12T>A (N\M_006846. 4)
SPINKS chrb:148104940 c. 1431-12G>A (N\M_006846. 4)
SPINKS chrb:148111948 c. 1820+53G>A (N\M_006846. 4)
VPS338 chr15:91007584 c. 499-11G>A (N\M_018668. 5)
(1) BWEFHIE

M SEML L7257 5 DNA D, 34T DA RSOz X< B2 — NHE
Wy o bE2DA v hr U ERESENA TV EA =g HDWVITEEER
Hi &% (polymerase chain reaction ik, PCRIEEWE) (X VIRHE L, it —7
Y —HL0EF Y BT Y = — I K D BB TEIIREEZ TV, AR
RO AELE a— RERICEBIT 5 > —7 v v v 7 TR aTRE e (K B E
RN DOF L BRI 5,

(2) EMERUHEEE
EBICHN BN TWDE b7 AU 7 7 Ly ARSI E O b | (R HBIHEZ R
DAL HET B

(3) ERMEICRAMELITI Z & T ARBMOKHA
BRIZ72 L, AREIXBREMEZ2ETHHLOTHEH Y THA,

(4) BEICETSEE
R DSAFTI BV N2 B s B 60 B % H LA,

(6) BEZZFLTDHFICH o Tk, EERKCHEZTT O FERER D4
BIEDEFELD D EE A,

(6) MRIKDIRESA:
EREBIC TR D B ESRIRIUC S THICHM L AREDH LiAAOE /L
EHERT 5,

(1) BREORBRAZ
WRAT I T DEEA AL 1D Fldk 7~V 3G S 7B 1A
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(ELZe B B PRER I 45 EDTA-2K (7213 Na) HEhr)

(8) MIEDREE
M 1nL A bR Y %,

9) BMIEDORESRMA
BRIMARIE, SO 7 TR T %

(10) BiIEDREHEAE
FE (7). (8). (9) ZEEFTHREICHONT, HIC AN TEEIC TAFICHKET S
(MEZE LT, ARG ), REAOBRICRET L2 L2 FAIET 5,

(11) REEKEERCBRED T XNV OLHER
FARREAT Z ~ U IXEA AL 1D 72 B ONCHRIRE B 1D 2 5tdd 2,
MRAKEE L, YREREREORREFERT 5, E20EEA 2 FICRd,
- [EA4{k 1D
- METOREHE (REA, BAio— FES. BRI
- PR PO TE
« HA KT A BEFORER
- FHRE AT e E

(12) s % BB DR AERER MMOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DITET 5 FFH
FEHOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e TR A (R T

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NAEMEEANDT S DNABIZERT  BinTHA=E (O B TFHRE=)
T292-0818 THEWRAEEM Y SHL 2 TH 523
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